SUMMARY The authors studied a 53 year old woman and her 22 year old son with episodes of paroxysmal muscle cramps and dark urines lasting several hours related to high fat diet and strenuous physical exercise beginning on both at age 14 years. The father, paternal uncle, paternal grandfather and another son of the mother also had paroxysmal muscle cramps. The two studied cases showed normal findings for physical evaluation, blood lactate after ischemic exercise, and muscle histology (light and electron microscopy). The serum creatine kinase was elevated in the son and normal in the mother. However, 72 hour fasting significantly raised the serum creatine kinase level in both cases. Plasma concentration of ketone bodies and acid soluble acyl-carnitine increased normally with prolonged fasting. The biochemical evaluation of the muscle tissue revealed intact anaerobic glycolysis and normal glycogen content but combined partial deficiency of muscle carnitine palmitoyltransferase and carnitine in both cases.
Severe paroxysmal muscle cramps usually represent a feature of defective glycogen muscle metabolism such as deficiency of muscle phosphorylase and phosphofructokinase. They may be accompanied by myoglobinuria. Myoglobinuria and atypical muscle complaints have also been reported in cases with deficiency of carnitine palmitoyltransferase (CPT) in skeletal muscle.'-3 We report below two related patients with paroxysmal muscle cramps and partial deficiency of both muscle CPT and carnitine. This disease is inherited as an autosomal dominant trait in four generations.
CASE REPORT Case I A 53 year old woman experienced episodes of muscle cramps since she was 14 years old. These occurred every three to four weeks, manifested as moderate aching in the muscles of the legs, arms or both. The muscle cramps were related to strenuous physical activity such as long walks, climbing in the mountains or dancing for many hours. One of the worst episodes occurred when she was 25 years old during a dance competition, where she danced for the whole night. The muscle cramps were more frequent and severe during her five pregnancies. High fat diet could also induce these muscle cramps but with milder intensity. There was no weakness accompanying the muscle cramps. Several episodes of paroxysmal pains were followed by the passage of dark brown urines lasting for one to two days. Her 
